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A Unusual Case of Chondrodysplasia Punctata: An Intermediate Form between
Tibia-Metacarpal Type and Humero-metacarpal Type
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Chondrosysplasia punctata (CDP) is a heterogeneous group of disorders, characterized by
punctate stippled calcifications of the skeleton, and is generally classified into three well known
subtypes; rhizomelic, Conradi-Hiineurmann, and X-linked resessive types, according to the 1985
International Classification of Bone Dysplasia.

Our case is a 5-year-9-month-old boy, born to healthy and non-consanguineous parents, who has a
variant of CDP characterized by a flat face, short stature, rhizomelic upper limb shortness, shortening
of the proximal phalanges and metacarpals, cervical and lumbar vertebral hypoplasia, and punctate
sacral calcifications. This boy also has had Swyer-James syndrome, which is considered to be a
coincidental association.

The phenotypic manifestations of this case closely resemble those of CDP tibia-metacarpal (MT)
type and CDP humero-metacarpal (HM) type, both of which are new subtypes of CDP recently
described by Rittler et al and Borochowitz, respectively. ’

In this report we have considered the similarities and differences between our case, MT-type and
HM-type and conclude that they are phenotypic variations in the same disorder, rather than different
diseases.
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Rhizomelic type AR
Conradi-Hiinermann type XLD
X-linked recessive type XLR
Tibia-metacarpal type Sp

Others ; Zellweger syndrome
Warfarin embryopathy
Chromosomal abnormalities
Fetal alcohol syndrome

AR : autosomal recessive, XLD: X-linked dominant,
XLD: X-linked recessive, SP : sporadic.
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